others known to be trisomic for segment 5q31-qter.
Though increasing numbers of patients with small chromosomal duplications and deficiencies are being shown by improvements in G-banding resolution, compared with classical trisomics and major deletions, they remain small in total. There are also appreciable differences in frequency, presumably related to potential viability, between different duplications of even the same chromosomes. Thus in chromosome No 5 there are far more partial trisomies for 5p, a well recognised syndrome, compared with duplications of the long arm (5q). Less than 20 such cases have ever been discovered'; all except three represented trisomies for the terminal zone. We recently carried out a re-evaluation of a child who had been studied in the neonatal period and she proved to be mostly trisomic for the distal part of Sq (q31 to qter); this resulted from a balanced t(5:14) translocation in the mother. There are only seven cases from five families in the literature with the same duplication, all of them involved different translocation combinations from the case reported here. [2] [3] [4] [5] [6] Case report A girl, now aged 3 years, was the fourth child of the second marriage of an English mother and Gambian father. Her three male siblings were all clinically normal; the mother's fourth pregnancy ended in miscarriage. The first marriage resulted in three male children, all now adopted, the youngest of whom had congenital hydrocephalus and polydactyly.
The propositus was born at term after a normal pregnancy. Birth weight (2200 g), length (43 cm), and head circumference (32 cm) were all well below the third centile. Her facial appearance was unusual with a slight mongoloid slant of the palpebral fissures. She had a large umbilical hernia and there was a 2/6 ejection systolic murmur at the mid sternal edge. In the neonatal period she had had two episodes of cyanosis and breathlessness during feeds. Although the electrocardiogram was normal, the chest radiograph showed slight enlargement of the cardiac silhouette and mild pulmonary plethora. A subsequent cardiac assessment using echocardiography showed a secundum atrial septal defect. Treat Results of biochemical and haematological investigations showed no evidence of malabsorption. Renal, adrenal, liver, and thyroid function tests gave normal results. Plasma and urine amino acid profiles were normal as were serum concentrations of trace metals including iron, zinc, and copper. A dermatoglyphic study showed an unusual combination of patterns consistent with a chromosome abnormality but not Down's syndrome. Six out of 10 digits had simple arch patterns and a distal t triradius was present on the right hand (fig 3) but not on the left. The D line exit was in the fourth interspace on the right, but the d triradius-was absent on the left. There were no patterns on the thenar, hypothenar, and hallucal areas except for a small hypothenar loop on the right palm.
Cytogenetics
The opportunity was taken to study the patient fiurther and a1ln to karvAtvne hbth narents The This study indicates the importance of persistence in follow up in both the clinics and the laboratory despite initial lack of cooperation on the part of the parents. Only when samples from the parents were forthcoming, coupled with a re-evaluation of the child's karyotype and clinical signs including dermatoglyphics, could a definitive diagnosis be made.
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